Rothmund-Thomson syndrome is a rare, autosomal recessive genodermatosis characterized by an early-onset poikiloderma, skeletal abnormalities, short stature, premature aging, and increased susceptibility to malignancy. We report a case of a 1-year-old male child with bullous lesions and pigmentary changes over the face and extremities. Strict photoprotection and careful surveillance for malignancy forms the mainstay of treatment. The case is being reported due to its rarity and the diagnostic dilemmas associated with it.
Introduction
Rothmund-Thomson syndrome (RTS) is a rare, autosomal recessive genodermatosis, characterized by an early-onset poikiloderma, skeletal abnormalities, short stature, premature aging, and increased susceptibility to malignancy. [1] Depending on the genetic and phenotypic heterogeneity, two clinical forms may be present. RTS-I has poikiloderma, hypogonadism, juvenile cataract, and no identified gene mutation. RTS-II shows poikiloderma, skeletal abnormalities, and a high risk of osteosarcoma, and is caused by the homozygous or compound heterozygous (frameshift/missense) mutations in RECQL4 DNA helicase gene, mapped to chromosome 8q24.3. [2, 3] 
Case Report
A 1-year-old male child, born of nonconsanguineous parents, presented with bullous lesions and pigmentary changes over the face and extremities. From 4 months of age he developed erythema and mottled pigmentation, which first appeared over the cheeks and then spread over the forearms, legs, thighs, and buttocks over the period of a year. There was a history of bullae formation over the involved area from the last 2 months [ Figure 1 ]. The developmental milestones were normal and consistent with age. Family history of similar disease was absent, and his elder brother was normal. On examination, there were reticulate erythema and hypopigmented and hyperpigmented atrophic telangiectatic macular lesions over the cheeks, forearms, and legs [Figures 2 and 3] . Scalp hair and eyelashes were sparse [ Figure 2 ], but teeth and nails were normal. His external genitalia were also normal. Routine hematological, ophthalmic, and skeletal examination was normal. Skin biopsy showed interface dermatitis (vacuolar) with postinflammatory pigmentation (evolving poikiloderma).
Discussion
RTS is a rare syndrome, and only a few cases have been reported in India. The diagnostic hallmark of the syndrome is the cutaneous rash, which usually develops between the age of 3 and 6 months as erythema, swelling, and blistering on the face, which subsequently spreads to the extremities (first on the extensor, then on the flexor surfaces) and to the buttocks. [4] Sparse scalp hair, eyebrows, and eyelashes are usually seen. Dental abnormalities such as microdontia, conical teeth, caries, and loss of teeth can be observed. Nails may be normal or dystrophic. Early-onset, bilateral, and subcapsular cataracts (originally described by Rothmund), usually develop in 49% of cases. [5] However, they can also develop later, in the 4 th and 7 th year of life. Bony abnormalities such as absent radii, short hands and feet, delayed bone age,
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but life expectancy may be normal unless malignancy is associated. [4] In our patient, we observed the characteristic poikiloderma lesions over the cheeks, which appeared at the age of 4 months. Later, these lesions spread to the other parts of the body, including forearms, thighs, and buttocks. The progression of the lesions and appearance of blisters over the photo exposed areas indicated photosensitivity. The poikilodermatous changes in the skin were confirmed by biopsy. Other clinical features that favored the diagnosis were sparse hair over the scalp and the absence of eyebrows. No bony abnormality was found on clinical examination and radiological evaluation. There were no abnormal findings on ocular examination.
The diagnosis of RTS is made mainly by characteristic clinical features at presentation, as observed in our patient. Differentiation from other causes of childhood poikiloderma such as Kindler's syndrome, Cockayne's syndrome, acrokeratotic poikiloderma, sclerosing poikiloderma, dyskeratosis congenita, acrogeria, and xeroderma pigmentosum is to be done. Rare disorders with prominent telangiectasias, such as Bloom's Syndrome, Fanconi's anemia, and ataxia telangiectasia are also to be differentiated from this disorder. Strict photoprotection and regular screening for malignancy, with proper counseling of the parents, form the mainstay of management.
Conclusion
The rarity of the disease and its wide clinical presentation poses a diagnostic dilemma. Characteristic clinical findings and biopsy lead to the diagnosis. RTS has a normal life expectancy if no malignancy occurs. Photoprotection and regular screening for malignancy is the mainstay of management. Retinoids and laser have shown a possibility to improve the skin lesions for a cosmetic purpose in later life.
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There are no conflicts of interest. osteogenesis imperfecta, and osteoporosis can be seen. [5, 6] Intelligence level is usually normal, but physical growth retardation and short stature are observed. Cutaneous, bony, and hematological malignancies [7] are common,
